The UK myotonic dystrophy patient registry: facilitating and accelerating clinical research by Wood, Libby et al.
    
DM Registry Steering Committee   July 2012 
Terms of Reference_Version 3 
  
 
 
 
 
 
 
 
UK Myotonic Dystrophy Patient Registry  
Steering Committee 
Terms of Reference 
 
 
 
 
 
 
 
 
 
  
 
 DM Registry Steering Committee  Page 1 July 2012 
Terms of Reference_Version 3    
UK Myotonic Dystrophy Registry Steering Committee 
Terms of Reference 
1. A committee is hereby established as the Myotonic Dystrophy (DM) Registry Steering 
Committee. 
2. The following constitutes the terms of reference of the DM Registry Steering Committee. 
3. In these terms of reference SC refers to the DM Registry Steering Committee. 
4. The DM Registry has signed and adheres to the TREAT-NMD Charter, which therefore applies 
to this SC. 
5. The SC can ask for advice from TREAT-NMD Project Ethics Council (PEC). 
Chair and core members of the steering committee 
6. The chair of the SC will be re-selected / elected annually by the SC members.  
7. The core committee shall have at least one representative from clinical, genetic, research, 
TREAT-NMD, myotonic dystrophy patient organisations, and myotonic dystrophy patients 
and families at all times.  
8. The membership of the core committee shall be restricted to 18 people.  
9. One third of the core members of the SC will retire by rotation every 3 years but may offer 
themselves for re-election immediately for a further term; Members will be replaced like for 
like so as to maintain the correct composition.  
10. Other organisations / groups / individuals that may have an interest in the development of 
the DM Registry may be invited to join the committee at any time with the agreement of the 
SC members.  
11. The members of the SC have provided their services voluntarily and as such can withdraw 
from the steering committee at any point. 
12. All SC members will be asked to complete a declaration of all potential conflicts of interest, 
which will be a public document that will be publishable on the TREAT-NMD website. 
13. The SC gives permission for a list of all core members, and their professional profile, to be 
published on the website. 
Meetings 
14. Meetings will be held in person, by teleconference or by e-communication at least once per 
year, and upon request.  
15. The venue for each meeting will be decided by the committee and will, in as far as possible, 
reflect the membership of the committee and the geographical remit. A suitable central 
venue might be used or venues might be changed to reflect full geographic spread. 
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Records 
16. A record of each meeting will be kept by an individual designated by the DM Registry to act 
as an administrator for the SC. It is the responsibility of the administrator to ensure that each 
member of the committee receives the notes from the previous meeting within 2 weeks 
following each meeting.  
Purpose 
17. The purpose of the committee is to:  
 Oversee all UK* enquiries to the DM Registry, providing approval, where applicable, for 
enquiries received; SC to decide whether enquiries are in-line with the interests of the 
DM Registry. 
*International (multi-country) enquiries will be approved by the TREAT-NMD Global Database Oversight 
Committee (TGDOC).  
 Approve trial/study recruitment enquiries and provide appropriate quality control (QC) 
for validation of the data before contacting patients; QC person to be appointed by the 
DM Registry and a contract and fee agreed, dependent upon the workload. 
 Assess who will need to review the feasibility enquiry reports, for example the SC. 
 Approve the necessary feasibility enquiry reports before the results are made available 
for the requesting party - dependent upon the enquiry. 
 Approve all contracts made with industry/researchers.  
 Approve all confidentiality/non-disclosure agreements from industry. 
 Approve any contracts made and to agree a fee for the work undertaken by a geneticist 
to enter patient’s genetic data into the DM Registry. 
 Promote the DM Registry where applicable.  
 
18. In pursuing this purpose the SC will ensure that the DM Registry is well governed. 
19. Amendments of these terms of reference may be made at any time with the agreement of 
the committee.  
Timescales 
20. The SC will review its purpose, aims, objectives and achievements annually. 
Non-liability 
21. SC members will not be held liable for any problems encountered. 
Voting 
22. A minimum of two thirds of the SC must be present for a vote to occur and of those present, 
two thirds must be in favour for the vote to stand; voting can be done by email or at face-
to-face meetings. 
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Myotonic Dystrophy Registry 
Standard Operating Procedures 
The Myotonic Dystrophy (DM) Registry standard operating procedures for national registry 
enquiries were approved by the DM Registry ‘Steering Committee’. 
Procedure for a national registry enquiry from industry/researcher 
A national registry enquiry is an enquiry into the DM Registry database for all eligible 
patients, who reside in the United Kingdom, according to the enquirer’s inclusion criteria.  
1. The requesting party (industry/researcher) will complete the feasibility questionnaire 
and provide details of the in-/exclusion criteria (Appendix 1). 
2. The feasibility questionnaire will be checked by the DM Registry steering committee 
(SC) and a response will be provided within a minimum of 2 weeks of receiving the 
form (or an agreed timescale).   
3. The feasibility questionnaire will be sent by the DM Registry curator (curator), by email 
to SC members for approval and comments. The curator will then collate replies from 
SC members and respond accordingly to the requesting party; approval is required 
from a minimum of two thirds of the SC.  
4. Approval of the enquiry will form the basis of a contract between the DM Registry and 
the requesting party, which may include payment. 
5. A contract is drawn up between the DM Registry and the requesting party, including 
the applicable fee and timescales (Appendix 2). 
6. If a confidentiality/non-disclosure agreement is required, this should be requested 
before the feasibility questionnaire is completed.  
7. If the enquiry is approved by the SC, the SC will indicate whether the feasibility report 
should be reviewed. The report will be provided to the requesting party within a 
minimum of 28 days once approval is obtained, dependent upon the enquiry. Specific 
timescale will be agreed with each requesting party.   
8. A report of the feasibility results is drafted, and if necessary reviewed, before being 
made available to the requesting party; the DM registry will appoint the necessary 
people for this review. 
9. For feasibility studies only, the clinical and genetic data stored in the registry will be 
assumed correct. 
10. Upon verification of the clinical and genetic data those patients identified as eligible 
will be notified in writing and given the information about the upcoming clinical trial 
(Appendix 3). 
11. The DM Registry should contact their patients and families to inform them of a clinical 
trial by providing them with the information in an appropriate language. 
12. The DM Registry should only in exceptional circumstances contact patients by phone 
to inform them of the clinical trials (potentially not “neutral” enough).  
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13. The DM Registry should provide general information to the major neuromuscular 
centres in the UK, and clinicians that participate in the registry, about the upcoming 
clinical trial as potentially eligible patients will be directed to their clinician to answer 
any questions they may have (Appendix 4). 
14. The DM Registry should provide general information to all other patients registered 
about the upcoming clinical trial (Appendix 5).  
15. A letter should be sent out to all patients registered informing them that the 
recruitment process is closed (Appendix 6). 
16. When patients are contacted about a clinical trial they will be asked to contact their 
local trial centre for more information and to also inform them if they wish to 
participate. 
17. Patient’s personal data will not be given out to third parties under any circumstances. 
This includes international enquiries handled by TREAT-NMD; see TREAT-NMD Charter 
(Appendix 7). 
18. TREAT-NMD will deal with all international enquiries themselves; the DM Registry will 
be informed of any international enquiries that come through TREAT-NMD and may 
withdraw from the enquiry at this point. 
19. Any international enquiries which are received by the DM Registry will be directed 
towards TREAT-NMD. 
Procedure for entering and verifying clinical and genetic data 
20. A patient’s clinical and genetic data is entered into the DM Registry by the patient’s 
regular clinician once the consent form has been received by the curator and a request 
email sent to the appropriate clinician. 
21. After the feasibility study has been carried out and the requesting party wishes to 
recruit patients into the clinical trial, the data from the DM Registry will be attempted 
to be verified to ensure that it is correct before any patients are contacted. 
22. If verification of the original clinical data is required then it will be carried out by an 
appropriate quality control (QC) person; The QC person will be appointed by the DM 
Registry and a contract and fee may be agreed, dependent upon the workload.   
Transferring data to the TREAT-NMD Global Database (see TREAT-NMD Charter) 
23. Transferred data will be reversibly encrypted and will include a standard and 
harmonised set of core data items (Appendix 9). 
24. The DM Registry remains owner of the data included in the DM Registry and are free 
to grant access, re-utilization or permit extraction or grant any right in accordance to 
this ownership. 
Liability 
25. The DM Registry will be held liable for any problems encountered, in particular during 
a feasibility enquiry and the recruitment process.  
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26. The requesting party running the clinical trial will be held liable for any problems 
encountered during the trial process; the DM Registry does not endorse any clinical 
trial.  
Reporting 
27. The SC should submit an annual report to the DM Registry. 
28. The SC chair and the curator will compile the report. 
 
 
 
 
Core dataset for international DM1 registry – final draft 1 August 2009 
 
  Item  Self‐report example 
  Mandatory items   
1.   Personal data 
 
Sex 
First name 
Last name 
Date of birth 
Address 
Zip/post code 
Telephone 
Email 
 
Your personal data:  
 
Sex: 
First name: 
Last name: 
Date of birth: 
Address: 
Zip/post code: 
Telephone: 
Email: 
 
2.   Clinical Diagnosis 
 
o Congenital Myotonic Dystrophy  
o DM1 
o DM1 asymptomatic mutation carrier 
o Other 
o Unknown 
 
What is your diagnosis, according to your doctor? 
 
o Congenital Myotonic Dystrophy  
o Myotonic Dystrophy Type 1 (DM1) 
o Mutation carrier for DM1 without symptoms 
o Other 
o I don’t know 
 
3.   Genetic test result 
 
o DM1 mutation (triplet repeat 
expansion) 
o Other mutation:…………….. 
o Result pending 
o Not tested 
 
What is your genetic test result?  
 
o DM1 mutation (triplet repeat expansion) 
o Other mutation:…………….. 
o I have been tested but I haven’t received the result yet 
o I have not been tested 
 
4.   Current best motor function 
 
o Ambulatory (unassisted) 
o Ambulatory (assisted) 
o Non‐ambulatory 
Which of the following options describes the best motor 
function you are currently able to achieve? (please tick the most 
appropriate answer) 
 
o I can walk unaided (without an assistive device) 
o I can walk with an assistive device (walker, brace, cane, etc) 
o I cannot walk  
 
5.   Wheelchair use 
 
o No  
o Part‐time (age...) 
o Full‐time (age ...) 
 
Do you use a wheelchair? (please tick the most appropriate 
answer) 
 
o No, not at all  
o I use a wheelchair part‐time (I started at age: ………..) 
o I use a wheelchair all the time (I started full‐time use at age: 
…………) 
 
 
  Highly encouraged items   
  MUSCLE   
6.   Myotonia 
 
o Severe 
o Mild 
o None  
 
Does myotonia (cramping, difficulties releasing your grip, etc.) 
currently have a negative effect on your normal daily activities? 
 
o Yes, severely 
o Yes, but only mildly 
o Not at all 
 
7.   Myotonia medication use 
 
o Yes (specify...)  
o No 
o Unknown 
 
Do you currently take medication to treat or prevent myotonia? 
 
o Yes (specify or choose from drop down list) 
o No 
o I don’t know 
 
  CARDIAC   
8.   Heart condition 
 
o Yes, not further specified  (age...) 
o Arrhythmia or conduction block 
(age...) 
o Cardiomyopathy (age...) 
o No 
o Unknown 
 
Have you been diagnosed with a heart condition? 
 
o Yes, not further specified (at age: ….) 
o Yes, with arrhythmia or conduction block (at age: ….) 
o Yes, with cardiomyopathy (at age: ….) 
o No 
o I don’t know 
 
9.   Cardiac implant 
 
o Yes, not further specified (age …) 
o Pacemaker (age…) 
o ICD (age….) 
o No 
o Unknown 
 
Have you had an operation to implant a device to 
control/normalize your heart rhythm? 
 
o Yes, not further specified (at age: ….) 
o Yes, a pacemaker (at age: ….) 
o Yes, a combined cardioverter‐defibrillator (ICD) (at age: ….) 
o No 
o I don’t know 
 
10.   10. ECG 
 
ECG done: yes/no/unknown 
 
Sinus rhythm: yes/no 
PR interval: …..   ms 
QRS duration: ….. ms 
 
Date 
Have you had an electrocardiogram (ECG)? 
 
o Yes  
o No 
o I don’t know 
 
If yes, please fill in the ECG results: 
 
Sinus rhythm: yes/no 
PR interval: …..   ms 
QRS duration: ….. ms 
 
Date of examination: ……… 
 
11.   Echocardiogram 
 
Echo done: yes/no/unknown 
 
 
LVEF: …%       
Date 
 
Have you had an ultrasound of the heart (echocardiography)? 
 
o Yes 
o No 
o I don’t know 
 
If yes, please fill in the echocardiography results: 
 
LVEF ……………………%       
Date of examination: …………… 
 
12.   Cardiac medication use 
 
o Yes (specify...)  
o No 
o Unknown 
 
Do you currently take any medication to treat or protect your 
heart (e.g. ACE‐inhibitors, beta‐blockers, or anti‐arrhythmics)? 
 
o Yes (specify or choose from drop down list) 
o No 
o I don’t know 
 
  PULMONARY   
13.   Non‐invasive ventilation 
 
o Full‐time 
o Part‐time 
o None 
 
Do you regularly use a non‐invasive ventilation device? 
 
o Yes, all day 
o Yes, but only part‐time (e.g. at night) 
o No, never 
 
14.   Invasive ventilation 
 
o Full‐time 
o Part‐time 
o None 
 
Do you use invasive ventilation? 
 
o Yes, all day 
o Yes, part‐time 
o No 
 
15.   Pulmonary function testing 
 
FVC done: yes/no/unknown 
 
 
FVC: …%   
Date  
 
Have you had pulmonary function testing? 
 
o Yes,  
o No 
o I don’t know 
 
If yes, please fill in the results of the test: 
 
FVC .........….....% (predicted value)  
Date of the test:………………….   
 
  DIGESTIVE   
16.   Dysphagia 
 
o Yes 
o No 
o Unknown 
 
Do you have difficulty swallowing (food gets stuck in your 
throat, choking, etc)? 
 
o Yes 
o No 
o I don’t know 
 
17.   Gastric/nasogastric tube 
 
o Yes 
o No 
o Unknown 
 
Do you have a tube (gastric/nasal) for feeding? 
 
o Yes 
o No 
o I don’t know 
 
  OTHER   
18.   Cataract surgery 
 
o Yes (age …) 
o No 
o Unknown 
 
Have you had eye surgery for cataract removal?   
 
o Yes (at age: ….) 
o No 
o I don’t know 
 
19.   Fatigue/sleepiness 
 
o Severe 
o Mild 
o No 
 
Does fatigue or daytime sleepiness currently have a negative 
effect on your normal daily activities? 
 
o Yes, severely 
o Yes, but only mildly 
o Not at all 
 
20.   Fatigue medication use 
 
o Yes   
o No 
o Unknown 
 
Do you currently take any medication to treat or prevent fatigue 
or daytime sleepiness? 
 
o Yes (specify or choose from drop down list) 
o No 
o I don’t know 
 
21.   Age of onset 
 
o Congenital 
o Age ….. 
o Asymptomatic 
o Unknown 
 
At what age did the first medical problems occur that may be 
related to your myotonic dystrophy? 
 
o At birth or within the first 4 weeks of life 
o At age ….. 
o I have no symptoms of myotonic dystrophy 
o I don’t know 
 
22.   Genetic details/repeat size 
 
o date of test  
o name of laboratory 
o method of testing  
o repeat size 
o No 
o Unknown 
 
Are details of your genetic test available? 
 
o Yes  
? date of test……  
? name of laboratory 
? method of testing (Southern, PCR, RP‐PCR) 
? repeat size: ….. bp 
o No 
o I don’t know 
 
23.   Positive family history 
 
o Yes   
o No 
o Unknown 
 
Has anybody else in your family been diagnosed with the same 
disease? 
 
o Yes   
o No 
o I don’t know 
 
24.   Ethnic origin 
 
o Caucasian 
o Black African/African American 
o Asian 
o Mixed 
o Other 
o Declined 
 
How would you describe your ethnic origin? 
 
o White ‐ European origin (Caucasian) 
o Black African/African American 
o Asian 
o Mixed 
o Other 
o I choose not to answer this question 
 
25.   Other registry 
 
o Yes (specify...)  
o No 
o Unknown 
 
Have you signed up for any other myotonic dystrophy registry? 
 
o Yes (if yes, please specify: ……………………….) 
o No 
o I don’t know 
 
 
